SUMMARY A prenatally diagnosed male fetus and his mother, who was referred because of her advanced age, both carried an abnormal bisatellited chromosome 21 as an extra chromosome. The abnormal 21 was monocentric and the G negative band q22 and part of q21 had been deleted during formation. The phenotype of both the mother and child (at birth) was normal.
A number of published reports have supported the view that the phenotype of Down's syndrome can be present only with a trisomy of the long arm distal region of chromosome 21. These reports arise from essentially three groups of chromosome 21 abnormalities: discordant segregation of interstitially deleted chromosomes 21 (cases 1 and 2 of Aula et al., 1973; Cervenka et al., 1977) ; segregation ofreciprocal translocations involving 21q (case 4 of Aula et al, 1973; Williams et al., 1975) ; and tandem translocations (Warkany and Soukup, 1963; Soudek et al., 1966; Niebuhr, 1974; Hagemeijer and Smit, 1977) .
The chromosome abnormality in the subjects of the present report is a corollary of the above statement, namely that there is an essentially normal phenotype expressed in probands with trisomy of the proximal part of the G positive band 21q21. mar 21 22
Materials and methods G and C bands were prepared as described previously (Daniel and Lam-Po-Tang, 1976 (Fig.) and this was clearly distinguishable from the proximal long arm region of any acrocentric other than 21. Furthermore, on C-banding, a single poorly defined C band region similar to that seen in a regular chromosome 21 was seen at the centromere. Immediately adjacent and distal to the G positive band was a second acrocentric constriction and satellite. On N-banding (top row, Fig.) , the In this paper we report a case of trisomy 20p resulting from a balanced maternal translocation t(3 ;20) segregating in a large family.
Case report
The subject is a female, born 1.1.74, at 38 weeks' gestation, to a gravida 1 mother, after a gravidic toxaemia which complicated the end of the pregnancy. The mother and father were 23 and 31 years old, respectively, at the time of her birth. Though the child was born after a normal delivery, she had mild fetoneonatal distress. Birthweight was 2750 g. Haemodynamic studies showed Fallot's tetralogy.
On physical examination after surgery at 4 years of age she had: normal weight and height, microcephaly (<3rd centile), round face, short upward slanting palpebral fissures with downward displacement of the medial corner, moderate hypertelorism, short nose with large nares, and bilateral convergent strabismus (Fig. 1) .
According to the Terman-Merrill scale, there was psychomotor retardation of 1 year compared to a normal subject which, 5 months later, appeared greatly improved (retardation of 6 months). The 
